with subsequent loss or absorption of one twin, remains a possibility. A comparison of the chromosome G-bands of the proposita and her mother was not informative in attempts to elucidate the mechanism involved by cytogenetic means.
A further possible explanation of chimaerism in haemopoietic tissue alone may be a fusion of the primitive circulations of two yolk sacs, since the yolk sac is one of the earliest sites of haemopoiesis (D. I. Rushton, personal communication).
We are indebted to many of our colleagues for expert advice; some are mentioned above. We also gratefully acknowledge the valuable help At birth the infant was apnoeic and required resuscitation. He was noted to have microcephaly with prominent occiput, asymmetric face, antimongoloid palpebral fissures, low set ears with poorly formed helices, micrognathia, long tapering fingers, and narrow feet with a deep crease between the first and second toes bilaterally. He remained in the nursery for two months because of respiratory distress.
He was subsequently hospitalized several times for respiratory difficulty which was thought to be secondary to oesophageal dysfunction and poor handling of secretions. Laryngoscopy did not reveal any specific lesion. Cardiac catheterization at the age of8 months was normal.
Sweat chloride was 36 mEq/l on two occasions (normal).
Serum and urine amino-acid levels were normal and no reducing sugar was found in the urine.
At age 10 months he had a grand mal seizure with fever. The electroencephalogram was grossly abnormal and showed frequent seizure activity in the left centraltemporal region. He was treated with phenobarbital and was seizure-free until 3 years of age when he developed petit mal. Zarontin(R) (ethosuximide) Giemsa-banding demonstrated that the mother had a translocation between the long arms of Nos. 15 and 21 (Fig. 4) (Penrose, 1966) .
Discussion
Presumptive partial trisomy of chromosome No. 15 has been described by several authors (Magenis et al, 1972; Parker and Alfi, 1972; Bucher et al, 1973; Crandall et al, 1973 (Cohen, Capraro, and Takagi, 1966/1967; Crandall and Sparkes, 1970) , but no individual was identified as an unbalanced product of the inversion. In another family with a translocation involving chromosomes Nos. 1 and 15, two individuals with gross mental and physical disability had unbalanced products (Prescott, 1973 several instances the chromosome involved was identified as a No. 5 by Lejeune et al (1965) , Laurent and Robert (1966 ), de Capoa et al (1967 ), and Noel, Quack, and Thiriet (1968 . These patients had no severe physical abnormalities, but they were all mentally retarded. Schinzel and Schmid (1972) described a patient who was trisomic for the short arm of No. 4, and Gustavson et al (1964) described a patient with trisomy for the short arm of an unidentified B-group chromosome; both cases had severe physical anomalies. We present a further case of trisomy for the short arm of chromosome 4.
Case report The proposita, a female, was born to a 24-year-old woman and her 27-year-old husband. The mother's only previous pregnancy, three years before, was complicated by hypertension and had terminated in the birth of a stillborn male (1600 g); no necropsy was performed.
Following a threatened abortion at the end of the first trimester, the pregnancy was uneventful and terminated spontaneously at 39 weeks in the birth of a female infant (1700 g). The 1 minute Apgar score was 5 and rose to 9 after 10 minutes. Routine examination revealed 'unusual' facies, respiratory distress, and an imperforate anus. On transfer to the Sheffield Children's Hospital the infant was found to be cyanosed and hypothermic (35°C).
The abnormal facies (Fig. la) were characterized by narrow palpebral fissures, bilateral microphthalmia, and a bulbous nose with a depressed root. The palpebral fissures had a slight antimongoloid slant and microphthalmia was more severe on the right. The philtrum was long and the upper lip protruded. The neck was short and the hair line low. The ears were moderately low set but, apart from a small nodule below the antitragus on the left, appeared to be of normal morphology. Mild micrognathia was present; the buccal cavity was small with a short thick tongue and there was an intact, high arched palate. Neither microcephaly nor hypertelorism were observed but measurements relevant to these features were not recorded.
The fingers were held tightly flexed but could be extended. At rest the index finger usually overlapped the thumb while the third and the fifth digits often overlapped the ring finger. Both hips were in marked flexion and adduction and could neither be extended nor abducted. There was bilateral postural valgus deformity of the feet but they were not rockerbottomed.
Normal female genitalia were found but no anus was seen. Meconium appeared through a pin hole orifice in the midline of the perineum between the vaginal introitus and the normal anal position.
Apart from a soft ejection systolic murmur at the left sternal edge, the further systemic examination was unremarkable.
Radiology of the chest revealed cardiomegaly and oligaemic lung fields. Films of the hip joints and pelvis Multiple congenital defects associated with trisomy for the short arm of chromosome 4
Summary. The clinical and cytogenetic findings of a female infant with multiple congenital anomalies and trisomy for the short arm of chromosome 4 (46,XX,21p +) are described. The abnormal chromosome was inherited from the father who had a balanced translocation between the short arm of chromosome 4 and the short arm of chromosome 21. Clinical features are compared with those of one definite and one probable previously described case of trisomy for the short arm of chromosome 4. It is suggested that a clinical syndrome associated with +4p eventually may be identified.
Cases of trisomy for the short arm of a B-group chromosome have been described previously. In
